Two sibs are reported with upper limb defect, developmental delay, central hearing loss, unilateral poorly developed antihelix, and bilateral choroid coloboma. The inheritance is probably autosomal recessive.
A limb malformations, retarded skeletal maturation, poorly developed antihelices, developmental delay, central hearing deficit, and bilateral choroid coloboma. The identification of this association will assist in genetic counselling.
Case reports CASE 1 This 6 year old female was born at 36 weeks' gestation to a 21 year old mother and an unrelated 30 year old father. Birth weight was 2700 g. She is the fourth of five children from . the mother's second marriage; of the two children from her previous liaison, the oldest died at 18 months from unknown causes and without clinical details.
Height and weight were below the 3rd centile. The patient had significant developmental delay, sitting at 4 years and walking without help at the age of 5 years. She had inner epicanthic folds, a coloboma of the choroid in both eyes, cataract in the right eye, and a poorly developed antihelix on the left ear ( fig  1A,B) . The right thumb was hypoplastic (fig  1 C) . Radiographs of both hands at the age of 6 years showed hypoplasia of the metacarpal bone and phalanges of the first finger of the right hand with delayed bone maturation; the bone age was estimated to be 3 years 6 months according to Greulich and Pyle ( fig 1D) . Evoked response audiometry indicated a severe central bilateral hearing deficit. Serological tests in both the mother and the child excluded rubella embryopathy. Chromosome analysis by Giemsa banding showed a normal female karyotype.
CASE 2
This 5 year old male, a brother of case 1, and the fifth child of the second marriage, was born with a birth weight of 2300 g, his Apgar scores being 6 and 9. Height and weight were below the 3rd centile. He showed significant developmental delay, being unable to crawl or walk and with no speech. There was a coloboma of the choroid in both eyes. The anithelix was poorly developed in the left ear (fig 2A) . A systolic murmur grade 3/6 could be heard best over the lower left sternal border. Echocardiography showed no abnormalities. The left thumb was hypoplastic ( fig 2B) . Radiographs of both hands at the age of 5 years showed hypoplasia of the metacarpal bone and phalanges of the first finger of the right hand and more marked in the first finger of the left hand. Bone maturation was delayed with the bone age estimated to be 3 years 6 months according to Greulich and Pyle ( fig 2C) . He had bilateral cryptorchidism ( fig 2D) . Evoked response audiometry showed a severe bilateral hearing deficit. Serological tests on the mother and child excluded rubella embryopathy. Chromosome analysis using Giemsa banding showed a normal male karyotype. 
